The association between retinitis pigmentosa and metaphyseal chondrodysplasia has not findings were in the metaphyseal regions, particularly of the upper femoral metaphysis (figs 2, 3), though recent x-rays showed the lesions had healed (figs 4, 5). Similar rather lesser changes were seen at the knee, ankle, and wrist. The hands showed marked shortening of some metacarpals and also terminal phalanges, with a more normal length of the proximal and middle phalanges (figs 1, 6).
Discussion
The association of retinitis pigmentosa with yet another systemic disease emphasises that the eye disease is not a single entity. This is already well accepted, if only because it can be inherited as an autosomal dominant, recessive, or X linked recessive.
Both children were of short stature but not markedly so (the sister on the 3rd centile and the brother on the 10th), this being the result of shortness of the limbs. The upper-lower segment ratio was I 04 in the girl and 1-07 in the boy. The span was also reduced (between 8 and 10 cm less than the height). The association of metaphyseal chondrodysplasia and brachydactyly with retinitis pigmentosa has not previously been described, but the metaphyseal lesion itself was non-specific, although clearly dissimilar from types Jansen, Schmid, McKusick, and Peia. It was most like that associated with congenital pancreatic insufficiency and neutropenia.56 However, these children have never had any additional systemic problems. They must for the moment be included among Spranger's type IIL 'metaphyseal chondrodysplasias with multi-system defects',7 and in this instance the disorder is presumably of autosomal recessive inheritance.
It is attractive to think that an enzyme defect in bone may be more easily identified than in the retina, to incriminate another common metabolic pathway, as was done in the case of Refsum syndrome.8 brother and sister. and brachydactyly: an affected metaphyseal chondrodysplasia,
